We report on a girl with a partial duplication of the proximal part of the long arm of chromosome 10, confirmed by chromosome painting. The phenotypic findings are compared to those found in six other published cases with the same karyotype. Recognition ofa specific partial proximal trisomy lOq syndrome seems to be possible, consisting ofmild to moderate developmental delay, postnatal growth retardation, microcephaly, prominent forehead, small and deep set eyes, epicanthus, upturned nose, bow shaped mouth, micrognathia, thick and flat helices of the ears, and long, slender limbs. Severe ocular malformations are possibly part of the syndrome. No major phenotypic differences were seen between patients with a duplication of segment lOqll-lOq22 and patients with a duplication of lOq21 -+lOq22.
Up to now, about 30 cases of distal trisomy for the long arm of chromosome 10 have been reported.'2 Direct de novo duplications of the proximal part of 1Oq, however, have been described in only six patients. [3] [4] [5] [6] [7] [8] In three of these patients a duplication of the lOqll-+lOq22 segment was found and in three others duplication of the lOq2l10-+q22 segment. No confirmation by in situ hybridisation has been reported in any of these cases.
Here, we report on a girl with a duplication of segment lOql1.2-÷1Oq22.3, confirmed by chromosome 10 painting. In order to try to delineate a clinically recognisable partial proximal trisomy 1Oq syndrome, a comparison of the seven known cases is made.
Case report
The proband, a girl, was born at 42 weeks of gestation to a 37 year old father and a 35 year old mother. The unrelated parents and a 3 year old sister were healthy. At the age of 32 the mother had a spontaneous abortion at 14 weeks of gestation. The pregnancy was uneventful but because it was post term delivery was induced by amniotomy. Birth weight was 3720 g and length at birth was 51 cm. The neonatal period was complicated by mild respiratory disease, jaundice, and feeding difficulties.
At the age of 8 months the girl had pneumonia and was admitted to hospital. She showed mild hearing loss, which improved after insertion of grommets. Vision was normal. Chest radiography showed first rib asymmetry, with the first rib on the left side situated anteriorly. Bone zjj. In conclusion, recognition of a partial proximal trisomy 1 Oq syndrome on clinical grounds seems to be possible.
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